Three siblings presented with a progressive neurological disorder beginning in the third decade of life and characterised by palatal myoclonus, nystagmus, bulbar weakness and spastic tetraparesis. There was no evidence of intellectual deterioration or seizures. CT scan showed marked brainstem atrophy in two patients and basal ganglia calcification in one. MRI scan in one showed high signal in the brainstem and periventricular region and cerebral biopsy in this patient showed myelin loss and the presence of Rosenthal fibres. A similar disease affected the siblings' mother, maternal aunt and two of the aunt's daughters, suggesting an autosomal dominant mode of transmission of what appears to be a unique genetic disorder. (3 Neurol Neurosurg Psychiatry 1993;56:977-98 1) 
R S Howard, R Greenwood, J Gawler, F Scaravilli, C D Marsden, A E Harding Abstract Three siblings presented with a progressive neurological disorder beginning in the third decade of life and characterised by palatal myoclonus, nystagmus, bulbar weakness and spastic tetraparesis. There was no evidence of intellectual deterioration or seizures. CT scan showed marked brainstem atrophy in two patients and basal ganglia calcification in one. MRI scan in one showed high signal in the brainstem and periventricular region and cerebral biopsy in this patient showed myelin loss and the presence of Rosenthal fibres. A similar disease affected the siblings' mother, maternal aunt and two of the aunt's daughters, suggesting an autosomal dominant mode of transmission of what appears to be a unique genetic disorder. Symptomatic palatal myoclonus is characterised by rhythmic oscillations of the soft palate which may be associated with synchronous contractions of muscles derived from the branchial arches, including the diaphragm, tongue and sternomastoids.'-3 This movement disorder may occur in association with a variety of brainstem lesions including those resulting from trauma, neoplasm, cerebrovascular disease, encephalitis and demyelination. Branchial myoclonus has also been reported in association with degenerative ataxic disorders which may be sporadic" or 0 36 34 
Discussion
The patients described have a variable syndrome comprising progressive branchial myoclonus, bulbar weakness, nystagmus and spastic tetraparesis. Inheritance is probably autosomal dominant. Although an autosomal recessive disorder with a pseudodominant pattern due to consanguinity cannot be excluded, the absence of consanguinity between II.1 and II.2 makes this relatively unlikely. The clinical presentation suggested several possible diagnoses including mitochondrial encephalomyopathy, multisystem atrophy associated with branchial myoclonus and non-familial degenerative disorders. The neurological history in all three cases and the asymmetrical physical signs in case III.5, was compatible with demyelinating disease. Although multiple sclerosis may be familial,'6 its occurrence in seven members of a native Kuwaiti family would be unusual. Furthermore, the CSF and VEP studies were normal and whilst the MRI scan showed evidence of high signal, the appearance of the brainstem lesion was not suggestive of demyelination.
Leigh's subacute necrotising encephalomyelopathy is a heterogenous syndrome characterised by defects of the mitochondrial respiratory chain in some cases.'7 18 The diagnosis was considered in the present cases because of the presence of brainstem lesions, extensive MRI changes, and muscle biopsy suggesting denervation. However, there was no evidence of visual impairment, dystonia, psychiatric disturbance or epileptic seizures, nor were there ragged red fibres on the muscle biopsy; furthermore discrete pontine lesions are not a feature of Leigh's disease. '9 20 Patient III.6 had frequent episodes of limb paralysis associated with sneezing. These were not witnessed and the aetiology remains uncertain, but transient episodes of atonia precipitated by trigger factors such as laughter, intense emotion or sneezing are suggestive of cataplexy. Secondary cataplexy is rare2' but has been described in association with lesions involving the rostral midbrain,22 prechiasmatic hypothalamus23 and in Niemann-Pick disease. 24 The presence of Rosenthal fibres raised the possibility of Alexander's disease. This is usually a sporadic leukodystrophy of unknown aetiology which presents in infancy and is characterised clinically by progressive macrocephaly, failure to thrive, psychomotor retardation, spasticity, and epilepsy culminating in death within months or years.9 25 26 Pathologically there is extensive demyelination and the presence of Rosenthal No pathological data were described in the previous report. The disorder observed in the present family may represent either a variant of the disorder described by de Yebenes or a distinct, hitherto unrecognised syndrome.
